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She developed intermittent glycosuria, anmmia, some diarrhoea with flatulence, and became wasted. The tongue was sore, depapillated and red. Investigations for malabsorption were negative. Hemoglobin was 12.5 g/O00 ml, WBC 5800 and ESR 42 mm in the first hour (Westergren), with normal film. Electrolytes showed reduced potassium with a normal blood sugar. Serum calcium and vitamin B12 were at the lower end of the normal range. Fecal fat excretion normal. Serum folate reduced. A/G ratio reversed. Serum lipase was raised at 136.5 iu (normal 0-70 iu), and serum amylase was also raised at 418 iu per litre (normal 70-300 iu per litre). Very recently, endoscopic investigations suggested a diagnosis of carcinoma of the ampulla of Vater, but at operation a chronic cystic pancreatitis was found, with a number of large duodenal polyps, one of which protruded from the ampulla. Biopsies of lymph nodes, jejunum and polyp showed no malignancy. Very interestingly, this patient always wore clip-on ear-rings. She said she felt naked without them. Although the lobes had never been deliberately pierced, the pressure of the clips had caused perforations of both lobesmore than 0.5 cm in diameter.
Dr A P Warin's patient has a triangular piece of her left earlobe missing, and she believes this is due to pressure from a hair-net rubber band. Does this indicate an important dermal fragility in this syndrome? Postscript (7.5.73): Dr R P Warin's patient has since died of massive intestinal hmmorrhage. Postmortem has shown a carcinoma in the tail of the pancreas, as well as the cystic pancreatitis recognized at operation. This case will be fully reported elsewhere. Fibroscopy showed peptic cesophagitis. Histology: Skin lesion from extensor aspect of forearm: 'The epidermis is thickened and there is basal cell degeneration with gross disruption in places. The superficial dermis shows damage and there is a pleomorphic infiltrate invading the epidermis. In one area there is epidermal damage with an intra-epidermal split.'
Mixed Connective Tissue Disease
Skin lesion from extensor aspect of upper arm: 'Thinned epidermis with some condensation of collagen and a perivascular lymphocytic infiltrate.
This lesion has some resemblance to scleroderma.' (Esophagus: 'Superficial biopsy with no muscularis mucosa or submucosa. Normal mucosa.' Immunological investigations: ANF positive in titre of 1/640, speckled variety. LE cells positive. Immunoglobulins: slight increase in IgA levels. Total serum complement: 8 Kabat units/ml (normal 30-40 units). C'3 43 mg/100 ml. Percentage binding of serum with radioactive nucleic acids (corrected for background and control activity) dsRNA nil, Poly I:Poly C nil, DNA 47.6 (using 3H actinomycin DNA from calf thymus), 87.6 (using 14C DNA of E. coli origin). Treatment andProgress Treatment has been largely symptomatic with systemic and local antibiotics and oral and parenteral iron. In April 1973 therapy with 60 mg prednisone daily was begun.
Comment
The patient presents a picture of mixed connective tissue disease with sclerodermatous involvement of the cesophagus and probably also of the heart, together with cutaneous lesions of both scleroderma and LE. Sharpe et al. (1972) have pointed out that many patients with mixed forms of connective tissue disease and high levels of speckled ANF have clinically a striking absence of renal disease and immunologically high serum levels of antibodies-to RNA nucleoprotein, low levels of DNA antibodies and normal or elevated levels of serum complement. Many of their patients had, however, polymyositis as one component of their connective tissue disease. While this patient falls clinically into the category of patients they describe, her immunological studies differ considerably in that she has very low levels of total hatmolytic complement and C`3, high levels of antibodies to DNA and no evidence of antibodies to dsRNA or to synthetic dsRNA. The findings are compatible with a diagnosis of systemic lupus erythematosus and such abnormal values are usually found in association with renal involvement, although the patient has at present no clinical evidence of this.
Patients with familial lupus erythematosus have been described relatively frequently. High ESRs and raised levels of gamma globulin have been noted in apparently unaffected relatives as in the patient's daughter (Brunjes et al. 1961) . Familial mixed connective tissue disease is much less common and has been described in only four families to date (Dubois et al. 1971 ).
Lipodystrophia Centrifugalis
Abdominalis Infantilis R J Cairns FRCP (St Bartholomew's Hospital, Rochester, Kent) D B, schoolgirl aged 11 History: This child was first seen at the age of 2 weeks with erythematous, rather violaceous, bizarre shaped, keloidal-like areas on abdomen, apparently present at birth. The initial diagnosis was ?connective tissue defect. The patient has been followed up since then and during the first year of life the lesions became rather less erythematous and flatter. By the age of 2 years they had a definite keloidal appearance and it was apparent that new lesions were appearing. In addition, a new feature developed: when the baby was hot the lesions apparently caused itching. The child is otherwise normal and all routine investigations are normal. There are no skeletal abnormalities. The rather cumbersome designation might be shortened to progressive focal lipodystrophy, although this may be a primary dermal disorder. The term lipodystrophia centrifugalis abdominalis infantilis was introduced by Imamura et al. (1971) who described 5 cases of an hitherto unpublished clinical entity. This case is the first, to my knowledge, to be reported outside Japan, and shows striking similarity to Imamura's cases and a further patient reported by Makino et al. (1972) . The disorder appears to be primarily cutaneous and focal. The areas on the abdomen were probably present at birth and have since progressed. These pseudokeloidal lesions differ from those seen with aplasia cutis, macular atrophy, atrophic morphoea (Pasini-Pierini), congenital fat necrosis and Rothman-Makai syndrome. This condition differs from Gorlin's syndrome of focal dermal aplasia in that here the dermis is affected and the fat herniates through the skin. Also, in Gorlin's syndrome, other mesodermal dysplasias are found.
